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CneunajabHOCTb: reHeTHKA OuoJiornyeckue Hayku (03.02.07)

1. IlonsATHE O HACIENCTBEHHOCTH U U3MEHYMBOCTH. MECTO I'€HETUKU CPENU
OMOJIOTUYECKUX HAYK.

2. Meroasl u3yuyeHHs TEHETHMKM 4YeloBeka. Kiaccuueckue Tmoaxombl
(reHeanornueckuii, OJIM3HELOBBIM, TMOMYJALMOHHBIA) M WX MHTErpalusi C
COBPEMEHHBIMU  MOJIEKYJISPHO-TEHETUYECKUMU U OUOMHGOpMATUUECKUMHU
METOIaMH.

3. Mopgenu HacnenoBanus. I IoHATHE O TEHETUYECKOM PUCKE.

4. 3axkoHbl MeHzens B TE€HETHKE YEJIOBEKA: MOJIEKYJAPHBIE MEXaHU3MBI
MOHOT'€HHOI'0 HacjelI0BaHUA. SIBI€HUS HENIOJHOM TEHETPAaHTHOCTH, BapuabenbHOM
DKCIIPECCUBHOCTH K TE€HOKONHUW. PacueT W NpPOTrHO3MpPOBAHUE TI'E€HETUYECKOTO
pHUCKa.

5. HacnencTBeHHBIE M BPOXIEHHBIE 3a00JI€BaHUS. IJTHOJIOTHS, IATOTCHE3,
THUIIEI HACJIEOBAHU.

6. T'eHeTmyeckue W MOJIEKYJISIPHBIE MEXAHU3MBI JIETEPMUHALMK I0JA Y
yenoBeka. CIEIIEHHOE C IT0JI0M HaclleJOBaHHUE.

7. CUHIOPOMBI, CBA3aHHBIE C HAPYIIEHUSIMU B CHCTEME IIOJOBBIX XPOMOCOM:
cuzapoM IllepemeBckoro-Tepuepa, momucomuss X y OIKEHIOWH, CHHIPOM
Knattndensrepa. KimHHUKO-reHETUUECKas XapaKTEpUCTHKA, MEIUKO-TEHETHIECKOe
KOHCYJIFTUPOBaHUE, IPEHATANIbHAS, LIMTOI€HETUYECKAs JUArHOCTHKA.

8  I'enom yemoBeka. CTpykTypa 1 (HyHKIUHU T€HOB.

9. CrpykTypHas opraHu3anys reHoMa dyKapuor.

10. Jlokanu3anusi TeHOB B XpomocoMmax. Poilb IUTOIIa3MaTUYECKUX
¢bakTOpoB B mepeaaye HacIeCTBEHHOU NH()OPMALIUHL.

11. Tloustus: reH, reHoturd, peHotun. OeHoTUNNYECKAs U TEHOTUITNYECKAs
HM3MEHUUBOCTD.

12. Xumuueckas CTPYKTypa HyKJIEMHOBBIX KUCIOT. XUMHUYECKas CTPYKTypa
u buocunTes 6enkoB. OcobenHoctu crpoenus JJHK BEICIINX OpraHU3MOB.

13. IloHsATHE O F€HHBIX MyTalUsaX. TUIIBI © HOMEHKIIATypa MyTallui.

14. Knaccubukanus TeHHBIX MyTauuid. MonekyisapHas  IIpupona
BO3HMKHOBEHMS T€HHBIX MYTallWii: 3aME€Ha OCHOBAaHMWM, BBIIIAJICHUE WU BCTaBKa



OCHOBaHMH (HOHCEHC, MICCEHC U C/IBHT PaMKW CUUTBHIBAHUA).

15. Tumnel MyTareHOB, MEXaHU3MBI UX JENCTBHUA.

16. Tumel MyTareHOB M MOJEKYJISpHBIE MEXaHW3MBI HMX JCHCTBHS.
Cuctempl pemaparmu  JIHK. MeToasl OLEHKM MyTaréHHOCTH —(aKTOpOB
OKPYXKarOLLEeH CpebL.

17. Tenernuyeckre 5bh(EKTHI HOHU3UPYIOIIETO H3ITy4eHHUsd (OCHOBHBIE
PE3YJIBTATHI DKCIIEPUMEHTAIBHBIX U STHIEMHOIOTMIECKIX MCCIIEN0BAHMIA).

18. Tlonsatue 0  TepaTOreHHBIX dakTopax. Krnaccudukanus
TEPaTOreHHBIX (akTOpoB (pU3MUECKHe, XUMUUECKHE, OHOTOrMYECKHE).

19. Knaccudukaiuu BpOXKAEHHBIX IOPOKOB Pa3BUTHAL.

20. DOTHojJorHYecKas KiacCU(pUKalusi NOPOKOB Pa3BUTHS.

21. Knaccuukamnus MNOPOKOB pPa3BUTUA B 3aBUCHMOCTH OT OOBEKTa
BO3/ICICTBHS, IOCIEN0BATEIFHOCTH BOZHUKHOBEHNA M PACIIPOCTPAHEHHOCTH.

22. OCHOBHEIE MEXaHU3MBI QOPMHUPOBAHUA IIOPOKOB Pa3BUTHS.

23. DOHIOTEHHBIE IPUYUHBI IOPOKOB pa3BUTHA.

24. MeroApl [WAarHOCTHKMA HACJIEACTBEHHBIX 3a00JI€BaHMi:  KIMHUKO-
reHeaJloruuecKuil, 1a60paTopHble, QYHKIUMOHANLHEIE.

25. BuoXMMHYECKKE METOIBI JUAarHOCTUKH HAC/IEICTBEHHBIX OOJIE3HEH.

26. Tlpenaranshas JIHK-quarHocTuka HaclIeACTBEHHBIX OosesHed. OOmas
XapaKTEPUCTHKa, HanboJee YacTo BCTPEUaloIIMECs MOHOIEHHEBIE OOJE3HH, MpPH
KOTOpBIX IpoBoAMTCs NpeHatainbHas JJHK-nuarnocTuxa.

27. OHKOreHeTHKa: OHKOTEHBI, T€HBI-CYIIPECCOPEI OIIYX0JIEBOI'0 POCTA.

28. O6mas  XapakTepHCTHKa  HAClIeICTBEHHBIX  Ooje3Hedl  oOMeHa:
STHOJIOTHS, ITATOreHe3, KIMHUIeCKas Kiaccu(uKals, TUIBI Hacle0BaHKsl, YPOBHH
JMarHOCTHKY, IIPUHIIAIIBI JICUCHHMS.

29. bone3nu c HaCJIEICTBEHHON MIPEAPACIIOIOKEHHOCTEIO 51
MynbTH(hAKTOpUATIbLHAS [MATONIOrUsL. ['eHeTHdecKas apXMTEKTypa YacTHIX (opMm:
aTepoCKIIepo3, caxapHblii Auaber. HacinencTBEHHBIE OMyXOJIEBBIE CHHIPOMBI Ha
IpUMeEpE paka MOJIOYHO# jkere3s! U reHoB BRCA1/2,

30. BpoxaeHHBIE ~ HOPOKM  pa3sBUTUA:  IPUYHUHBI ~ BO3HUKHOBCHUA
(9K30TeHHBIE, SHIOTEHHBIE), KIacCU(pUKAIIKS.

31. MoneKyasIpHO-TeHETHYECKAE ITOIXOIBI B MCCIICIOBAHNH CTPOCHHUS TCHOB.

32. MeToapl MOJIEKYJAPHOM [IMAarHOCTUKM IIATOTCHHBIX BapUaHTOB.
KanumnapHoe cekBeHupoBanue 10 CeHrepy H  BBICOKONPOHM3BOAUTENBHOE
cexpenrposanre (NGS): TapretHsie mnaHeny, mnonHosksomHoe (WES) wu
nojHoreHoMHoe (WGS) ceKkBEeHUpPOBaHKUE.

33. Crpykrypa PHK u JHK. Mogmens JHK JI.Vorconma u ®.Kpuka.
[TpoctpancTBeHHas opraHu3anysa Mouekynsl JJHK.

34, T'eHeTmuecKuii Kom U ero xapakTepucTuka. CBONCTBa I'€HETHYECKOTO
KoJa (TPUILUIETHOCTb, YHHUBEPCAIBHOCTb, HENEPEKPBIBAEMOCTh, OTCYTCTBHE
Pa3/IENUTENBHBIX 3HAKOB, HAMYIE MHULMUPYIONIUX ¥ TEPMUHUPYIOLIMX KOJIOHOB).

35. TlommMepasHas IeIHAs peaKiyisl: IPUHLINII, 001aCTH IPUMCHCHHA.

36. Anamu3 mojammopdu3Ma KOPOTKHX TaHAEMHBIX NOBTOpoB (STR) u
ONHOHYKJICOTHOHBIX  BapuaHToB  (SNP).  IIpuMeHeHwe  MOJEKYIIpHOIO
MapKHpOBaHUS B KPUMHHANMCTHKE M KIMHAYECKOH IpakTHKe (OmpeleneHue



IPKABAEMOCTH TPAHCIUIAHTATA, KOHTAMIHAIINY MaTEPHHCKIMHY KIETKAMHM).

37. lluTOreHeTUYECKHUE METOMBI JUArHOCTUKY XPOMOCOMHEIX IIEPECTPOCK.

38. Tumel MyTallvii PY HACIEICTBEHHBIX 3a001IeBaHUAX. XPOMOCOMHEIE
MYyTall}H.

39. Ayrtocomubie Tpucomuu (Tpucomus 13, 18, 21): KIMHMKO-TEHETHIECKast
XapaKTepUCTUKA,  MEIUKO-TEHETUYECKOE  KOHCYIBTHPOBAaHME,  IpPCHATAIbHA,
[IUTOT€HETUYECKast IUarHOCTHKA.

40. Kapuwotum denoBeka B HOpME. MeTOAbl MCCIENOBAaHMSI KapUOTHUIIA
yejioBeka. Mop(osIorust XpoOMOCOM U UX CTPOEHHE.

41. JlaGopaTopHEIE METOJIBI KIIMHUYECKOM [IUTOTEHETUKH.
Kapuotunuposanue.

42. Knaccubukanusa  amoMammit  kapuotwna.  COalaHCHpOBaHHBIE U
HecOaTaHCHPOBaHHBIE abeppariii XpoMocoM. IToHATHE 0 XPOMOCOMHOM OOJIC3HH.

43. CtpyKTypHBIE MepEeCTPOrKH XpOMOCOM: KJIaccuuKanys,
TEPMUHOJIOTHS, OOIIME KIMHUKO-IATOTEHETUYECKUE XapaKTEPUCTUKA. DopMyIibl
3aIiCy KapUOTHIIA.

44. KoHCTUTYIHOHATBbHBIE  (CTPYKTypHBIE)  AQHOMAIMKM  KapHOTHUIIA.
[MpunUUIE 3anucy GopMyJIbl KApUOTHIIA YETIOBEKA.

45. IlpuHUUIBI IpeHaTalbHON [IUTOT€HETUYECKOH JIarHOCTUKU
Hapymienue unciia XpoMoCcoM B KapuoTHile. HapyIiieHue mionIHOCTH.

46. Texmonormueckue Iaarpopmel i III'T ameymmommuii (III'T-A),
MoHOTreHHBIX 3a60seBanuii (III'T-M) u ctpykTypHBIX nepectpoek (III'T-CP).

47. Hapymenue hopMUpOBaHHUA 110J1a. TUIIEL, JUATHOCTHKA.

48. PemakTupoBaHMe TE€HOMa. 3HAUEHUE [UI1 MEIMIUHEL, OKOJOTHU |
OMOTEXHOIOTUH.

49. MuTOXOHAPHAIbHAS HACIEACTBEHHOCTD. [IOHATHE 0 MUTOXOHAPUATBHBIX
OO0mNe3HIX.

50. B0O3MOXHOCTH ¥ MEPCIEKTUBEI HCIIOIb30BaHUA METOI0B F€HETUYCCKON
1 KIETOYHOM MH)KEHEPUH 1 OHOTeXHOIOTHH. [Ipobnemelr 6M00€301acHOCTH.



